Abstract
Introduction:
Inherited epidermolysis bullosa (EB) is a heterogeneous group of mechanobullous disorders characterized by painful blister formation as a result of minor trauma to the skin. It has been grouped into three major types according to the level of the blister formation: simplex, junctional, or dystrophic.1 EB simplex has been sub grouped based on gene/protein defects into several subtypes mostly inherited as autosomal dorminant, and only rarely autosomal recessive forms.2
Case report: A 12 year old male Nigerian, presented to the dermatology clinic of Aminu Kano Teaching Hospital (AKTH) with history of recurrent skin blisters. He is a product of a consanguineous marriage; being the third of seven siblings. The blisters affect the knees, ankles, wrists and elbows. These were first observed when he was 4-month old. Blisters were aggravated during summer and scarce during winter. The parents noticed significant improvement with fewer lesions appearing for shorter periods of time as the patient grew up. Healing of the blisters was accompanied by minimal scaring. There were initially no nail or hair changes. Over the last 5 years there has been sequential avulsion of his toe nails and blistering of the skin over the dorsum of the feet; this was attributed to frequent trauma sustained while playing football. Similar skin changes were also present on his immediate younger brother. The patient reported occurrence of similar lesions in two of his brothers. None of the parents or any member of the extended family had history of blistering. Physical examination revealed flaccid bullae over trauma prone sites such as the wrist, ankles, knees and elbows [ Figure 1(A&B) ]. There were evidences of mild scaring of affected sites. The patient had avulsed toe nails (Figure 1c ) but normal looking hairs and dentition. The mucosae of the mouth and eyes looked normal. A biopsy specimen of perilesional skin taken after slight mechanical provocation showed intraepidermal vesicles with very few inflammatory infiltrates (Figure 2 ).
None availability of other diagnostic apparatus such as T r a n s m i s s i o n e l e c t r o n m i c r o s c o p y ( E M ) ,
Immunofluorescence mapping (IFM) preclude further confirmatory diagnostic investigations. Despite the early onset of the disease, the absent family history of blistering, affectation of other siblings, consanguineous parental marital relationship and the clinical and histological findings were consistent with a diagnosis of recessive EBS. Discussion: EBS is commonly first seen at birth or in early infancy. It has an incidence of approximately 10-30 cases per million3-5. Several subtypes of EBS have been identified. Most cases result from mutations in cytokeratin genes 5 (KRT5) or 14 (KRT14). Epidermolysis bullosa simplex is most often expressed as an autosomal dominant trait but there have been a few reports of recessive EBS (REBS). These are also caused by mutations in the KRT5 or KRT14 genes.2 REBS Figure 1 :Bullae at trauma-prone sites with healed areas showing mild scaring also shows genotype-phenotype correlation between the location of the mutation within the keratin protein and the severity of the disorder. More cases of recessive EBS have proved to be "knock-outs" of K14, mostly showing severe generalised blistering due to complete ablation of K14 expression, with tonofilaments (keratin filament bundles) absent from basal keratinocytes on electron microscopy.6 A point mutation in the 1A domain of K14 outside the helix initiation motif produces a very mild Weber-Cockayne-like phenotype. This type of mutation has been rarely reported.7 It is likely that our patient's gene mutation most probably involves 1A domain of K14 due to the very mild nature of his condition. The absence of confirmatory tests made it impossible to give a molecular diagnosis. Treatment for patients affected with EBS is in general supportive and preventive, consisting of avoidance of trauma, wound management, nutritional support and infection control. Genetic counselling is offered to couples affected with EBS.
